Abstract Pendred syndrome is a recessively inherited disorder characterized by goiter associated with sensory-neural deafness. The thyroid glands of affected individuals cannot organify iodide efficiently due to a defective gene in chromosome 7. Here we report a case of Pendred syndrome with retrosternal goitre.
Introduction
Pendred syndrome is a recessively inherited disorder characterized by dyshormonogenic goiter associated with sensoryneural deafness, described by Vaughan Pendred in 1896 [1] . In most cases, deafness is profound, may follow a traumatic event, infection, or episode of endolymphatic hydrops (endolymphatic edema). The goiter is multinodular or diffuse and may grow to a large size, necessitating surgical decompression. Patients are generally euthyroid, although some patients have variable degrees of hypothyroidism. The thyroid glands of affected individuals cannot organify iodide efficiently, and 10-80 % of iodine taken up by the gland is discharged after administration of perchlorate [2] . Pendred syndrome is inherited as an autosomal recessive trait, which is mapped to chromosome 7 by means of homozygocity mapping. A novel gene SLC26A4 (PDS) coding for a protein "pendrin" initially thought to function as a sulfate transporter is responsible for the syndrome [3] . Subsequent studies excluded sulfate transport activity and suggested that the protein functions as a membrane-bound chloride-iodine transporter.
Case Details
A 35-year-old male patient presented with complaints of a swelling in the neck for 20 years (informant brother). The patient also had restriction of neck movements (probably secondary to the large goiter) for 2 years and had no other pressure symptoms. The patient has been unable to speak or hear since birth.
On examination the patient's vitals were stable. There was a 20 cm×10 cm firm swelling in front of the neck. Its inferior border was not palpable while other borders were well made out. There was dullness in the upper sternum and restriction of neck movements. There were no palpable lymph nodes. There were clinically no pressure effects or any restriction in neck movements. Systemic examination was normal. The clinical diagnosis was a diffuse goiter with retrosternal extension in euthyroid state secondary to Pendred syndrome.
Patient's thyroid function tests were normal and his chest and neck X-rays and CT scan revealed tracheal compression. CT neck and thorax showed a thyroid swelling extending into the thorax and compressing the aorta (Fig. 1) . Near-total thyroidectomy was planned. A horizontal cervical incision was taken to expose, the goiter and the inferior poles were mobilized and removed through the same incision by dissection around the inferior poles of the thyroid (Fig. 2) . The histopathology revealed a colloid goiter.
Discussion
Although Pendred syndrome accounts for about 5 % cases of childhood sensorineural hearing loss, its occurrence in adults with retrosternal extension is rare. Definitive diagnosis is by genetic analysis for detection of the mutated protein gene. The other diagnostic points in CT scan and MRI of the vestibule are enlarged aqueduct and absence of interscalar septum called the "Mondini malformation" [4] . Diagnostic biochemical test is the perchlorate washout test which is less sensitive than genetic analysis. Diagnosis in most cases is clinical and treatment as needed for pressure symptoms of goiter. 
